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OBIIAA XAPAKTEPUCTHUKA PABOTbBI
AKTYyaJIbHOCTBb TeMbI HCCJICAOBAHUS

I'emornoownonatuu  (I'TI) — omHa w3 Hambojee  pacmpoOCTpaHEHHBIX
HACJIEJICTBEHHBIX TATOJIOTH BO BCEM MHpe, TPU KOTOPOUW MPOUCXOIAT HAPYIICHUS
cunteza remornoomna [Modell B., Darlison M., 2008; Weatherall D.J., 14). Ilo
caMbIM CKPOMHBIM TOjicueTaM, Topsaka /% HaceleHUss 3eMHOTO Iapa SBISIFOTCS
HOCHUTEJISIMU TJIOOMHOBBIX aHOMAIWi, M exeromHo B mupe poxaaetcs a0 300 Teicsd
neteii ¢ Bapuantamu I'T1 [Bulletin of the World Health Organization, 2008].

Jlonroe BpeMsi OCHOBHBIMH pervoHamMu pacrpoctpaHerus [ 11 sBIsiauch cTpaHbl
Tponmdyeckoir Adpuku, brmwkaero m CpenHero Bocroka, Gacceitna CpennzeMHOro
mops 1 Azum [Angastiniotis M., Modell B., 1998Ha tepputopun 6siBiiero CCCP I'TT
BCTpEYAlOTCS TMPEUMYIIeCTBEHHO B AsepOaiiikaHe (J4acToTa HOCHUTENBCTBA [-
TajacceMuu B cpeqHeM coctaBisieT 8% nomynsauun, a Hb S —nopsiaka 3%), Heckonbko
MeHbIle — B ['py3un, Apmenuw, pecnyOiukax Cpenmneid Asum [Pycramos P.III.,
I'au6oB H.T., AxmemoBa H.M., 1981; Pymsanesa A.I., Tokapes I0.H.,
Cwmerannna H.C., 2015]. B HekoTopbix paiioHax TamkukncraHa u Y30eKHcTaHa J0
15% mnaceyneHus SBISAIOTCS HOCUTENsIMH TreHa Tanaccemun [Bakhramov S.M.
Farmankulov Kh.K., 1985B Poccuiickoii ®eneparuu ['TI oOHapyxeHbl B Jlarectane u
[ToBoKbe, MperMyIecTBeHHO cpean Tatap u 6amkup [Tokapes FO.H., 1998].

['moGanpHBIe  MUTpAIlMOHHBIE  TIPOIECCHI, IPOUCXOJAIINE B  IOCICIHUE
JECATHUIICTHS, IPUBEIIA K PACTIPOCTPAHEHHUIO TJIOOMHOBBIX aHOMAJIIUH 110 BCEeMY MHPY, B
TOM YHWCJIe B PETHOHBI, IJISI KOTOPBIX OHU paHee He ObLTN XapakTepHbl — B CeBepHYIO
(CILIA, Kanana) u FOxuyro AMepuky, ABcTpaiuto, ctpanbl 3amagHoi Esponsl [Modell
B., Darlison M., Birgens H. et al., 2007; Angastits M., Corrons J.L., Soteriades
2013; Aguilar Martinez P., Angastiniotis M., Eledtiou A. et al., 2014]B nacrosiiee
Bpemsi okcrieptel BO3 mpwmsnamu ['TI rmobaneHON mpobiemoii  00IIecTBEHHOTO
snpaBooxpanenus [Williams T.N., Weatherall D., 2012].

I'TI mpencraBisitoT co00OW KIMHWYECKH TETEPOTEHHYIO TpyIny 3a0oJeBaHuUMH,
MIPOSIBIISIFOIITUXCST OT OECCUMITOMHOTO HOCHUTEIBCTBA 10 aHEMUW Pa3UYHOU CTENeH!
TSOKECTH — OT JIETKHX (OpM [0 TSKEIBIX TeMOJUTHYECKUX aHeMHH, TpeOyOImX
MOXXW3HEHHOTO JiedeHus. OmnpeelieHHble TPYIHOCTH KIWHUIIMCTHI WCIIBITHIBAIOT TPH
JTUArHOCTHKE (OPM, COMPOBOXKIAIOIINXCS YMEPEHHOW MUKPOLUTAPHON TUIIOXPOMHOM
aHeMHel, mpoTekamoIllel cxomHo ¢ okenezodeduiuTHON  aHemueirr  (OKJIA)
[Weatherall D.J., 2012; Musallam K.M., Rivella ¥ichinsky E., 2013].BsisiBienue
TAaKUX TAIUEHTOB TMPEACTABISETCS BaXXHOW 3adadell ¢ TOUKH 3peHHs MPOPUITAKTHKU
pPOXJeHusi JeTed, TOMO3WUTOTHBIX IO aHOMaJbHBIM TJI0OMHOBBIM reHam [Old J.,
Galanello R., Eleftheriou A., 2013; Lavee O., KidgBerber G., 2015]Pa3Burue
OCIIO)KHEHWH, CBsI3aHHBIX Kak ¢ HammuueM [TI, Tak m C ee JeueHUEeM, CTaHOBUTCS

3HaYUMOM MpoOIIeMO 3paBooxXpaHeHns Bo MHOIHX crpanax [Forni G.L., Puntoni M.

Boeri E. et al., 2012; Knight-Madden J., RomanaWillaescusa R. et al., 2016].

B Poccum 3a mocnennue roasl pe3ko Bo3pocia aods namueHToB ¢ ['TI, ocobenHo
B KpYyIHBIX Topojax, Takux Kkak MockBa u Cankt-IleTepOypr, npuHUMAarOMNAX
3HAYUTENIbHbIE MHTpanuoHHble ToTOKH [JloxmaTtoBa M.E., Cwmeranmna H.C.,

E.,
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®dunorenoBa H.A., 2009; JloxmaroBa M.E., 2011]. B Cankrt-IletepOypre Bpauamu
KoHcynpTaTUBHO-TUarHOCTHYECKOTO  eHTpa s gered (KAL)  Obutk
MPOAHAIM3UPOBAHBl TIPUYUHBI OOpaIeHus: K reMarojiioraM JeTedl ¢ THIMOXPOMHBIMU
anemusimu B riepuonr 2010 — 20150108. Okazanock, 4To HapsIy C Kele301eUIMTHON
anemueir (OKJIA) u anemueirt xponudeckux 3abojeBanuii (AX3), 3HaYUTENbHAS YaCTh
JeTedl cTpajgama MaidbiMH (opMaMy TallacCeMHH, TMPUYEeM WX JONS B CTPYKType
TUIIOXPOMHBIX aHemuii yBemmuminack ¢ 7,4% B 2010 r. go 13,5% B 2015 1.
[[Tmenwunas K.M., 2015].

Crenenb pa3padboTaAHHOCTH TeMbI

B psne crpan s peleHuss AaHHOM MPOOJIEeMbI MpeasioKeHbl HallMOHAJIbHBIE
MpOorpaMMbl, OCHOBaHHbBIC Ha JaOOpPaTOPHOM OOCIICIOBAHUM IMAIIUEHTOB I'PYIIN PUCKaA C
[[EeJIbI0 OOHApY)KEHUsT HOCUTENIeH TJIOOMHOBBIX AHOMAJIUM, BKJIFOUAIOIIUE pPa3IUYHBIC
BUIBI dJleKTpodopesa, xpomarorpaduu, wMacc-cnektpomerpun [Cappellini M.D.,
Cohen A., Elefhteriou A. et al., 2008; Weatherall [D2010].0gxako 3Ti IporpaMMsbI
OpPHEHTUPOBAHbI, B IIEPBYIO OdYepeab, Ha ONpPEACICHHBIM PErHOH M YYHMTHIBAIOT
ATHUYECKUNW COCTaB W PACTIPOCTPAHEHHOCTh B HeM Tex wiu WHBIX ¢dopm [TI. Jlo
HACTOSIIEr0 BPEMEHU IIPOJIOJDKAeTCs JHCKyccus 00 S(PGEeKTUBHOCTH pa3IWYHBIX
CKPUHUHIOBBIX IMOAXOAOB M MX (uHaHcoBoi coctaBistomei [Cousens N.E., Gaffl
C.L., Metcalfe S.A., 2010; Giordano P.C., 2013]. takxxe MnpomoKaeTcsl MOHUCK
onTUMaIbHBIX MapkepoB mis BeisBieHust I'TI [Hashemieh M., Timori N.H., Tabrizi
N.M. et al., 2015; Rivella S., 2015; Rund D., 2016]

B Poccun miurtensHoe BpeMms npoOieme [T He ynmensnu QoKHOTO BHUMAaHHS
[Komaposa M.H., 2009]. OrtnmenbHble MyOMUKanUd KacajuCh, B OCHOBHOM,
KIIMHUYECKUX AacIeKTOB BEJCHHUS TaKUX IMalMeHTOB, a TaKXe paclpOCTPaHCHHOCTH
paznmuunbix dopm [Tl B psge pernonoB P®, B wactHocTH, B MockBe u Jlarectane
[baiitaeBa JI.A., 2012;Kynakos F0.W., Teiperko B.B., 'agom3uk H.C., 2013]. 1o cux
mop He pazpaboTaH o0k moaxoa K auarHoctuke I'TI, u OTCYyTCTBYIOT IporpamMMmbl
CKpUHUHTA, YTO 3aTPyJHSIET PAHHIOI JMarHOCTHKY W JIEUEHWE JTOW KaTeropuu
MalyeHTOB.

YBenudenue nou nanueHToB ¢ ['TI, HegocTaTouyHOE 3HAKOMCTBO MTPAKTUKYFOIINX
Bpayeld ¢ JaHHOH IpoOJieMOM, CI0KHOCTH, BO3HHUKAIOIIHMe NpH IuddepeHInaIbHO’
JUAarHOCTUKE TUIIOXPOMHBIX aHEMHi, a TaK)Ke OTCYTCTBHUE PYKOBOJICTB IO BBISIBIICHUIO
I'TI, yka3pIBatlOT Ha HEOOXOAUMOCTh U3YUCHHS TAaHHOU MPOOJIeMBI C 1IeIbI0 pPa3padoTKH
HOBBIX JTA0OPATOPHBIX MOAXOJI0B K paHHEMY BBISBICHHUIO IMAIIMEHTOB C IIOOWHOBBIMH
aHOMAaJIHSIMH.

eab nccaenoBanus

PazpabGorate 1 HaydyHO 0OOCHOBATh AJITOPUTM pPaHHEW NUArHOCTUKHU Pa3IUUHbBIX
dbopM remMoraoOUHONMATUH C y4eTOM HMX KIMHUKO-TAbOpaTOPHBIX OCOOEHHOCTEH s
MPOBEJIEHUSI HAITPABJIEHHOIO MOUCKA HOCUTENEH MTOOMHOBBIX aHOMAJUH.



3anaum ucciie10BaHUSA
1. Onenuts WHGOPMATHBHOCTH OCHOBHBIX  JJAOOPATOPHBIX  MapKepoB  JUIS
OoOHapyXeHHsSI TEeMOTJIOOMHOMATHH ¢ MHHWUMAIBHBIMA KIMHUKO-TEMATOJIOTHIeCKUMU
MpOsIBIICHUSIMU 3a00JI€BaHUSI.
2. OmpenenuTh KOMIUIEKC AHUATHOCTHYECKH 3HAYMMBIX JTAOOPATOPHBIX MapKepOB IS
BBISIBJICHUSI HOCUTENEel MTOOMHOBBIX aHOMAJTUH.
3. BbIABUTH OCOOCHHOCTH IMATHOCTHKH PA3IUYHBIX (OPM TIeMOTIOOMHOMATHN C
WCITOJIb30BaHEM BapHUaHTOB AJeKTpodopesa.
4. PazpaboraTh  anropuT™M  paHHeHd  JUArHOCTUKM  TeMOrJoOMHONaTHil ¢
UCIIOJIb30BaHWEM Habopa COBpEMEHHBIX JIa0OpaTOpHBIX MapKepoB U C Yy4eTOM
KJIMHUKO-TeMaTOJIOTMYECKUX OCOOCHHOCTEN reMOrIoOMHOMaTH.

HayuyHasi HOBH3HA M TeopeTHYeCKAsl 3HAYHMOCTb PadoThI

BriepBeie mpoBejieHa OleHKa YyBCTBUTEIBHOCTH W CHEIM(PUIHOCTH KOMILIEKCa
OCHOBHBIX JJAOOPATOPHBIX MApKEPOB C YUETOM KIIMHUKO-TA00OPAaTOPHBIX 0COOCHHOCTEN
pPa3sTUIHBIX GOPM reMOTIIOOMHOTIATHH.

OmnpeneneHbl MOPOTOBbIe 3HAYEHUST PACUETHBIX SPUTPOIUTAPHBIX WHIEKCOB IS
BBISIBJICHUST TIAI[MEHTOB C T'eMOTJIOOWHOMATHUSIMHA B CMEIIAaHHOW TMOMYJSIUHA, YTO
MTO3BOJIMIIO TIOBBICUTH MX JUATHOCTUYECKYIO IIEHHOCTD IS 1eJiell CKPUHUHTA.

BrisiBlIeHBI 0COOEHHOCTH TUArHOCTUKHU Pa3IUYHBIX (OPM TeMOTIOOMHOMATHH C
MCIIOJIb30BaHHEM BapHAHTOB dJIeKTpodopesa.

Brnepssie B Cankr-IleTepOypre onpeaeneH crekTp MyTaluii B-riioOMHOBOTO TreHa
y TAalHAeHTOB C TeMOTJOOWHOMATHUSIMHM, UYTO II0O3BOJHIIO [OTIOJHHUTH JaHHBIE I10
pacpoCTpaHEHHOCTH TeHeTUIECKUX BApUAHTOB FeMOTJIOOMHOIATHH .,

IIpakTHYeckasi 3HAYUMOCTH PadOThI

[lpennoxeH anropuT™M AUATHOCTUKM TeMOTJTIOOMHOIATHH C KCIOJIb30BAaHHEM
Habopa COBpPEMEHHBIX JIA0OPATOPHBIX MAapKEPOB, TO3BOJISIONIMN BepuUMUIIUPOBATH
BapuaHT 3a00JIeBaHUS ¥ BIOpATh ONTHUMAIBHYIO TepaIlrio.

OnTuMu3npoBaH J1a0OpaTOpHBIH Toaxod K auddepeHInaIbHOl IHArHOCTHKE
MUKPOIIUTAPHBIX ~ aHEMHH, CBS3aHHBIX C  JKeIe30JeUIIMTHON  aHeMued U
FeMOIJIOOMHOIIATHSIMU.

VY CcTaHOBJIEHO, YTO pacyeTHBbIE IPUTPOIUTAPHBIC HHAEKCHI 00JIaJaloT BBICOKOM
JIMarHOCTUYECKOW IIEHHOCTBIO JIJIi CKPWMHUHTA Ha T'eMOTJIOOMHONATHU C OTCYTCTBHUEM
WM MUHUMAaJTbHBIMU KIIMHUKO-T€MaTOJIOTHYECKUMU MTPOSBICHUSIMHU.

OneHeHbl  BO3MOXKHOCTH  Pa3JIMYHBIX  BapuaHTOB  d3JekTpodopeza s
MOATBEPKACHUS F'eMOTJIOOMHOIIATHH.

MeToa0J10rusi H METOABI HCCJIeJOBAHUS

B ocHOBY 10J105)K€HO MPOCTIEKTUBHOE KOTOpTHOE HaOmoAeHue. st oCcTrkeHus
IIOCTaBJICHHOW IIeJIM Hay4yHOH paOoOThl OBLI TIPOBEJEH aHalnu3 JIMTEPATYpHI,
nabopaTopHOe HCCleloBaHHe O00pa3loB KpPOBH MAIlMEHTOB M  HMCIIOJb30BaHbI
COBpPEeMEHHBbIE  METOABl  CTATHUCTHYECKOW  OOpabOTKHM  TOJMYyYEHHBIX  JaHHBIX.
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.Ha60paT0pHLIe HCCJICAO0BAaHUs BBIITOJTHCHBI Ha BEICOKOTCXHOJIOTHYHOM 060py,Z[OBaHI/IPI C
MNPOBEACHUEM COOTBETCTBYIOIIUX ITPOTpaMM KOHTPOJIA Ka4eCTBA.

OcHOBHBIE M0JIOKEHHsI, BLIHOCHMbIE HA 3aIUTY
1. BrigBneHbsl pacueTHble 3puTporTapHeie uHAekcsl M (Mentzer) m Si (Sirdah),
KOTOpbIE B COUSTAHUU C JIOTIOJHUTEIHLHOM OIEHKOW JBYX IMOKaszaresield oOMeHa xeje3a
(bepputrH W oOIIas jxeae30CBA3BIBAIONIAS CIOCOOHOCTh CBHIBOPOTKH) TIO3BOJISIOT
BBIJICIUTh ~ TPYIITy  TAaIllMEHTOB C  BBICOKOH  BEPOSTHOCTHIO  HOCHUTEIHCTBA
reMOrJIOOMHOTIATHH  MPU  OOCJIeIOBAaHWUKM  IMAIlMeHTOB  C  MHKPOIUTAPHBIMH
THITOXPOMHBIMU aHEMHUSIMH.
2. BriOop mMeTona [uisi MOATBEPXKIEHUST THArHO3a TeMOTTIOOWHOTIATHH 3aBHCHUT OT €e
BapuaHTa. JUIs  JWAarHOCTUKA  TOMO3UTOTHBIX  ()OpPM,  COIPOBOXKIAIOIINXCSI
CYIIIECTBEHHBIMA W3MEHEHHUSIMH COOTHOIICHUS (Ppakiuii reMOriIo0nHa, OCTaTOYHBIM
SIBIIIETCS. TIPOBEACHWE arapo3Horo »sjekTpodopesa. s monTeepxkaeHus QGopm
reMOrJI00MHOTIATHH, KOTOPhIE TTPOTEKAIOT CO CTEPTHIMU KIMHUKO-TEMAaTOJIOTHIeCKUMU
MPOSIBIICHUSIMU, OTJIaBaTh MPEANOUYTeHUE CJeAyeT KalmWUIIpHOMY 3JeKTpodopesy,
MO3BOJIAIONIEMY  BBISBIISATh MHUHUMAJbHbIE WM3MEHEHHsS] COOTHOIIEHUs (paKiuit
reMorjo0rHa.
3. Pa3zpaboTtaH anropuT™M AMATHOCTUKHA PAa3IUIHBIX (OPM TeMOTIIOOWHOMATHH IS
MIPOBEJICHHsI HAIIPaBJICHHOTO MOMCKAa HOCHUTENEH TITOOMHOBBIX aHOMAIMNA C yU4EeTOM HX
KIIMHUKO-TTA00PaTOPHBIX O0COOEHHOCTEW, KOTOPBIM BKIIOYaeT 3 3Tara J1abopaTOpHOTO
WCCJICJIOBAHMSI W TIO3BOJISICT BBISBIATH IMAlMEHTOB ¢ remMorioOuHomarusmMu B 98%
CIIyYaeB.

CreneHb JO0CTOBEPHOCTH M anpodanusi pe3yabTaTOB

JlocToBepHOCTh 1 OOOCHOBAHHOCTH TOJYUYEHHBIX Pe3yJIbTaTOB HayYHOU paboThI
obecrieueHa JeTajlbHBIM TEOPETUUYECKUM aHAJIU30M MpPOOJIeMbl, penpe3eHTATUBHBIM
00beMOM  BBIOOPKH  OOCJIEIOBAaHHBIX IMAIlMEHTOB, JIOCTATOYHBIM  KOJIMYECTBOM
MIPOBEJICHHBIX WCCJICOBAHUM W aJIeKBATHBIM CTATUCTUYSCKAM aHAIM30M TMOJYYSHHBIX
nauHbeiX. CdhopMupoBaHHBIE W OOCJEIOBaHHBIE TPYIIBI OOJIBHBIX COTIOCTABUMBI TIO
MOJTy, BO3pacTy, PENpe3eHTATUBHBI 1O KOJWYECTBY W MOTJIM HCIIOJIL30BAThCS IS
peleHus TIOCTaBIICHHBIX 3a/1a4.

Marepuaisl JUCCEPTAIIMOHHOTO WCCIIEIOBAaHUS OBUIA JOJIOKEHBI U OOCYKIIEHBI
Ha KoHKypce HaydHO-UCCIIeNOBAaTEeNbCKUX WHHOBALIMOHHBIX TPOEKTOB MOJOJBIX
yU4eHbIX B paMkax Bcepoccuiickoil Hay4dyHO-TIpakTH4YeCKOW KOH(epeHUUUu ¢
MeXayHapoaHbIM ydacTreM «lIpodunaktrueckas Meguida — 2014» (lobenuress B
HoMmuHanuu «JIydiuii HaydHO-UccleoBaTenbcKuii mpoekr», Cankt-IleTepoypr, 2014),
Ha 3-4 U 4-ii HayYHO-NPAKTUUYECKON KOH(PEPEHIIMN MOJOBIX YUEHBIX U CIEeHANCTOB
«TpaHcnsnuoHHass MemuiMHA. OT Teopun K mnpaktuke» (Cankr-IletepOypr, 2015,
2016), na OOMacTHOM COBEINAHWU CIIENHATUCTOB KIWHUYECKOH J1abopaTOpHOM
muardoctuku (Bomorma, 2015),Ha PoccmiickoM KOHrpecce 1abopaTOpHON MeIHMIIMHBI
(Mocksa, 2015, 2016)Ha Il Konrpecce I'emaronoroB Poccun (Mocksa, 2016), Ha
IOGuneitno#t  koH¢pepenuun, mnocBsmeHHod 90-ietnio kadenpbl KIMHUYECKON
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nabopatopHoit nuarHoctuku C3I'MY um. M.U. MeunukoBa «JlaGopaTtopusi Buepa,
ceronnsi, 3aBTpa» (Cankr-IletepOypr, 2016).

BHeapenue pe3yibTaToB HCCI€10BAHHUS B MPAKTHKY

PesynbTaThl uccneqoBaHUsS HMCHONB3YIOTCS B y4eOHOM TIpollecce Ha IHKIe
«KnuHnnyeckas gabopaTtopHas JUarHOCTHKa» Ha Kadeape KIMHUYECKOH J1abopaToOpHOM
muarHoctTkd ®I'BOY BO C3I'MY um. .M. MeunnkoBa MunzapaBa Poccun (CaHKT-
[letepOypr) u BHempenbl B mpakTuky padotel CII6 ['Y3 «KoHcynbraTHBHO-
nuarHoctuyeckuit ueHtp s perei» m OI'bY «Poccuiickuit HUU remartonoruu u
tpancdysuonoruu ®MbBA Poccrum».

JInuHbIi BKJIAX aBTOpa

JluccepTaHT JWYHO Yy4yacTBOBaja B IUIAHUPOBAHWUW W OpTaHU3alMU HAy4IHOU
paboThl. ABTOpP CaMOCTOSITEJIBLHO BBINIOJIHWIA HCCIIEAOBaHUE JSPUTPOLMTAPHBIX
rmapaMeTpoB, IOKazaTelell oOMeHa jkelle3a, (ppakiuii remoriodbmHa MetogoM DD Ha
arapose, UD® u KOO, a Takke MOJEKyJIIpHO-TeHETUUECKOe MCCIIeJoBaHNE 00pa3IioB
KpOBH BCeX MallMeHTOB. Bce Marepuaibl, IpeAcTaBIeHHBIE B JIUCCEPTALIMOHHOM
HCCJIEIOBAaHUH, MOJTyYEHBI, 0000IIIEHEI, CTaTUCTUYECKH 00paboTaHbI u
MIPOAHAITN3UPOBAHEI aBTOPOM JIMYHO.

IMy6aukanusi pe3yJbTaTOB HCCJIeJOBAHUS

Ilo Marepuaniam nuccepranuu omyOigukoBaHo 14 medaTHbIX paboT, U3 HHUX 3
CTaThWl B PpELEH3WPYEeMbIX HAYYHBIX W3IaHHUSX, PEKOMEHIOBaHHBIX BrIciieit
aTTeCTallMOHHOW Komuccued MuHuUCTepcTBa oOpa3oBaHWsi W Hayku Poccuiickoit
@Denepanuu 1 Oy OJIMKOBAHUS Pe3yIbTaTOB AUCCEPTAIIMOHHBIX UCCIICIOBAHH.

CtpykTypa H 00beM AUCCEPTALHH

Juccepranms m3nokeHa Ha 137 cTpaHHIaX MAIIUHOIMCHOTO TEKCTa, COACPIKHUT
21 Tabmuny, wumoctpupoBaHa 40 pHCyHKaMH U COCTOHUT W3 CIEAYIOIIUX pa3JielioB.
BBEJICHHs, 0030pa JIUTepaTyphl, OIMMCAHHWS MaTEepHAIOB M METOJIOB HCCIIeIOBaHUS,
W3JI0KEHHUS Pe3yJbTaTOB HCCIEIOBaHUS W MX OOCYXKIEHMs, 3aKJIIOUYeHHs, BBIBOJIOB,
MPAKTHYECKUX PEKOMEHJAIMI M CIHCKa JIMTepatyphl (BKIo4aeT 29 oTeuecTBEHHBIX U
1663apyOe)KHBIX HCTOYHUKOB).

COJAEPXAHUE PABOTHI
MaTtepuaJibl H MeTOABI HCCACAOBAHUS

B uccnenosanre 0puto BKmoueHo 135 maruwenTtoB (67 myxuwH, 68 KeHIIUH)
pa3auYHbIX Bo3pacTHeIx Tpymn (ot 2 mo 58 ner, cpemnee 16,4 + 1,2 ropa),
HaxoauBIIUXcs Ha oOciaemoBanun W JjedeHun B CII6 T'Y3 «KoHcynabTaTuBHO-
auarHoctuyeckuid neHtp s gerei» u OI'BY «Poccuiicknit HUM remaronoruu u
tpaHchy3nonoruu ®MBA Poccun» B nepuos ¢ mast 2013r. mo Hosi6ps 2015r.

Kputepuem BkIIOYEeHUsS B HWCCIEIOBaHHE SBISJIOCh HAIMYAE MHUKPOIMTAPHOMN
TUTIOXPOMHON aHeMuu. KpuTeprem HCKIIIOUEHHS CIY)XHJI BO3pacT Muiajiie 2 JieT,
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MOCKOJIBKY JO JTOr0 BO3pacTa COOTHOIIEHWEe (PaKIUi TeMOrioOnHa SBISETCS
HECTaOMIIHHBIM.

N3 135 nanuentoB y 126 yenoBek ObUTM JIETKWE WM yMEpPEHHBbIC MPOSBICHUS
AHEeMHYECKOT0 CHHJIPOMa, TI0 MIOBOLy KOTOPBIX OHU OBLTH HANpPaBJIEeHBI K FeMaToJIoram
C TpeaBapUTEIbHBIM CHHIPOMATBHBIM JIHUArHO30M: «MUKpOIHUTAapHAs THIOXPOMHAas
anemusi» (41% —c numarHo3oM «kenesonedunuTHas aHemus» (KIA), 34% —c
nuarao3om «remorioounomnarus» ([T1), 25% —c nuarHo3oM «aHeMUusi HeyTOYHEHHAS»)
st ero Bepudukanuu. [lo pe3ynpTaraM mpoBeeHHOTO J1aOOPaTOPHOTO 00CIIeIOBaHUS
OHM OBLITM pa3JielieHbl Ha 2 TPYIIbI: OCHOBHYIO U KOHTPOJIbHYIO. B OCHOBHYIO rpymiry
BoILI0 95 ManueHToB ¢ pas3audHbBIMU Gopmamu remorinobunomnaruii (mo MKB-10). U3
HUX y 86 MmanueHToB MUarHo3 ObLT MOCTABJICH BIIEPBEIE:

a-tajaccemus (remormoounonarus H) (n=1)

B-tamaccemus (manas ¢popma) (N=81)

B-tamaccemus (cMmernanHas ¢popMma ¢ Ipyroi remMoriioonHomnaTre) (N=2)

remoryioonnonatust C (N=1)

remonyioonHonatus D (n=1),

KOTOpbIe comnpoBoxaainuch MukpouutozoM (MCV < 80 ¢u), runoxpomueri (MCH <
27 1T) SpUTPOIIUTOB ¥ aHeMUeil Jierkoit crenienn Tsokect (Hb > 90r/x).

VY octaBmmxcs 9 nanueHToB OCHOBHOM IPyTIBI TUarHo3 ObLT yCTAaHOBJICH paHee:

B-tamaccemus (Oonpmas popma) (N=5)

B-tamaccemus (mpomexxyTouHas dpopma) (N=2)

remornobunonatust S (N=2),

KOTOphIe comnpoBokaanuch anemueit cpeaneit (Hb 70 — 90r/n) unu Tspkemoi creneHu
(Hb < 70r/n). lanHas kaTeropusi MalueHTOB ObLIa BKIIOYEHA B HCCIEIOBaHHE IS
CPaBHHUTEILHOW OIeHKH MeTo/oB D® W M3ydeHHUs CIeKTpa MyTaluil [-TrToOMHOBOTO
reHa.

Koutpossnyto rpymnmny coctaBuin 40 narmenTtos ¢ XKJIA [mMukporurapuas (MCV
< 80 ), runmoxpomuas (MCH < 271r) anemus sierkoit crenenu (Hb > 90r/m)].

XapaKTeprcTHKa TPYII OOJIBHBIX IO MOy U BO3PACTy IpeacTaBieHa B Tadbmuie 1.
JIOCTOBEPHBIX pasiudHil MKy IPYMIAMH AMEeHTOB He Ob1To HEt o mony (X°=1,14;p
> 0,05),1u o Bo3pacty (kputepuit Kpackena — Yomnmuca: H=2,03; p > 0,05).

Tadomuma 1
XapakTepruCcTUKa Py OOJBHBIX IO MOJTy M BO3PACTY
['pynmsr Bo3pacr, roasl [Ton
min — max M+ m (Me) | Myxckoii | XeHckuit
OcHoBHas 2-18| 2-18 8,1+0,6 (7,5 35 28
rpymma (N=95) >18 | 19-58| 33,7+2,2(31) 15 17
KonTtponbHast 2-18| 2-18 8,6 +1(8) 14 14
rpymma (N=40) >18 | 19-54| 34,227 (34) 3 9
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Ilayuenmol OCHOBHOU 2pyNNbl ¢ MUHUMATLHBIMU KIUHUYECKUMU NPOSLBIEHUIMU
zabonesanus (N=386).

VY nauMeHTOB NAaHHOW TPyNIlbl OTMEYalCsl aHEMHYECKUH CHHAPOM JIETKOW WU
YMEPEeHHOH BBIPAKEHHOCTH, ¥ 9 U3 HUX — JIeTKHe IPU3HAKW CHIEPOIIeHUH (HapylIeHne
pocTa HOTr'Te#, BOJIOC, CYXOCTh KOXH, aTpodusi COCOYKOB sI3bIKa, 3ae]Ibl B yriiax pra). M3
MIPEeTBSBISIEMBIX KaJI00: 00Ilee coMaTHIecKoe HeOIaromnoryyue B BUIe yTOMIISIEMOCTH,
CHI)KEHHOH paboTOCIOCOOHOCTH, COHIIMBOCTH, AUCKOM(OPTa B KeIlyJ0YHO-KALIIEUHOM
TpakTe. YacTh MallMEeHTOB HUKAKUX >XKajo0 He TpenbsBisiia W ObUla HampaBlieHa K
reMaToJiory Ha OCHOBaHWW W3MEHEHHH B KIIMHMYECKOM aHajn3e KPOBH, BBISBICHHBIX
npu TaHoBoM oOcnenoBanuu. [lo maHHBIM OOBEKTHBHOTO OCMOTpPa, Y HEKOTOPBIX
MAIMeHTOB OTMeUanach OJIeTHOCTh KOYKHBIX TTOKPOBOB U BUAMMBIX CITU3UCTHIX. Y YaCTH
NalMEeHTOB MPH MaJblIalliy MeYeHb BBICTyIaNla U3-1I01 Kpas pedepHoii ayru (10 +2 cm).
[To pe3ynprataM peHTIe€HOJOTHYECKOTO WCCIIeOBAHUS MATOJOTHH Pa3BUTHS KOCTHON
CUCTeMBbl y JIaHHOW KaTeropuMy TalMeHTOB He oOHapyxkeHo. Ilo maHHBIM
YJIBTPa3ByKOBOTO HCCleoBaHus opraHoB OpromrHoi monoctu (Y3U OBII): y 20%
MalieHToB  OblIa  BBISBIICGHA He3HAUWTeNlbHas cruieHoMeramwms, y 30% -
YIIBTPa3ByKOBbIE IPU3HAKH PEaKTUBHOTO COCTOSIHHS TTAPEHXUMBI TIeYeHHU. Y OCTaTbHBIX
MaIMeHTOB MIPU3HAKOB MMATOJOTHU OPTaHOB OPIOIITHOM TIOJIOCTH HE BBISBIICHO.

B xnuHWYeckoM aHanm3e KpoBH y 79 mManmeHTOB oTMeYanach MUKPOITUTapHAs
TUTIOXPOMHAsl aHeMusl, a y [ — MUKPOIMTO3 W THUIOXPOMHS 0e3 CHWKEHUS
reMoryioonHa. DTH W3MEHEHUs CITy)KHJIU ITOBOJIOM ISl UX HaIlpaBJICHUS K TeMaToJIoTy.
[Tpy nanpHeimeM 1abopaTOpHOM OOCIETOBAaHWH, MPOBEISHHOM B paMKaX JIaHHOTO
WCCJICJIOBAHMSI, STUM IMallUeHTaM ObLT yCTAHOBJICH BapUaHT reMOTIIO0MHOIIATHH.

Ilayuenmor ochoeHot epynnvl ¢ yemanoeieHHvim paree ouacrnozom (N=9).

C nuarHosoMm «B-manaccemust (npomescymounas ¢popma)» B Mcciae0BaHue ObLIO
BKJIFOUEHO 2 KeHIUHBbI, 48 u 57 JeT, y KOTOphIX IepBble MPU3HAKK 3a00JIeBaHUS
MOSIBWJINCh € JIBYXJIETHETO Bo3pacta. Ha MoMmeHT ocMoTpa o0e TalleHTKH
MIPETBSBISUIA KaJoO0bl HA YTOMJISIEMOCTh, CHIKEHHYIO pabOTOCIIOCOOHOCTD, CIaboCTh,
ONpIIKYy TIpu (usndeckodt Harpy3ke. OOBEKTHBHO. BHEIIHWA BHUJ IMAIMEHTOK HE
n3MeHeH. B KiiHMKe Ha TIepBbIi MUIaH BRICTYNAIA MPU3HAKY TeMOJIUTHIECKON aHEMUM.
OtMmeuanmach  CyOMKTepUYHOCTh  CKJIep ®W  KoXu. VIMenuch — Mpu3HAKK
rernarociyieHOMeralnu ¢ Teperpy3koit skenesa. [lo pesynbraram sabopaTopHOTO
oOcneoBaHUsT Yy  TAIMEHTOB  OTMEYalach  MHUKPOIMTApHAsh  THUIIOXPOMHAas
THIeppereHepaTopHas aHeMUs CpeTHEeH CTeNeHH! TSKECTH.

C 6onvwoii ¢gopmoti f-manaccemuu B uUcclefoBaHUE ObUIO BKIIOYEHO S
nanueHToB (2 MyX4YuHBI, 3 XKEHIIUHBI, OT 3 g0 32 JIeT), KOTOPhIM JHarHo3 ObLI
yCTaHOBJICH B JieTcTBe. Ha MOMEHT ocMOTpa: KOXKHBIE TIOKPOBBI M CITU3UCThIE 000JI0UYKH
OJleTHBIC C 3eMITUCTO-KENITYIIHBIM OTTEHKOM. Y OOJBHBIX OMPEIeISUICh H3MEHEHUS B
CTPYKType KOCTHOM TKaHU B BUe Jedopmanmu KocTel ueperna, pedep, democreid. [Tpu
peHTreHorpaduu  BBISBISUIOCH CHIDKEHHE IJIOTHOCTH KOCTEH, YTONIIeHHEe |
UCKpHBIIeHHE TpyO4aThix KocTed. Y 4 manueHTOB B neTcTBe (B Bo3pacte 3 — 4 ier)
Obta ynaneHa cene3eHka. lledeHb omnpezgensyiack  yBEJIMYEHHOW, IJIOTHOM
KOHCHUCTEHIIUH, C TJAgKOW TOBEPXHOCThIO. (OTMeUaauch NPHU3HAKH CepIeYHO-
COCYZIMCTOM HEO0CTAaTOYHOCTH, KapJAUOMHUOIATHS, TeMOCHAEPO3 BHYTPEHHUX OPTaHOB.
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TspkecTh COCTOSHHUSI ONpefieNsaiach CTENeHbl0 aHeMuu (Ha MOMEHT O0CIieI0BaHUs
YpOBEHb reMorIoOnHa B TieprudepruecKoil KpOBH OOJIBHBIX COCTABISLI OT 75 10 84 1/7),
reMojii3a W pa3BUTHEM I[IEUYCHOYHOW HEIOCTATOYHOCTH. 4 mamWeHTa Toydain
peryisipHble TeMOoTpaHC(hy3Un JOHOPCKUX IPUTPOIUTOB C YACTOTOU 7/ — 24T0HOPCKHUX
TI03BI B TOJ], XEJIATOPHYIO Tepamnuio (aecdepal, sSKCHUIKAT).

B uncio obcnenoBaHHBIX BOILTH 2 TaleHTa adpUKaHCKOTO MPOUCXOXKICHHUS C
HbS. Tlamuent ¢ cepnosuonoknemounoii anemueti, MyxX4duHa 42 ner, wuMeln
TOMO3HUTOTHYIO (DOpMY, COMPOBOXKIAIOIIYIOCS TSIKEIOW TEeMOJUTHYECKON aHeMUeH.
KnuHuka xapakTepr3oBaiach YepeOBaHUEM COCTOSSHUM OTHOCUTEIHHON KOMITEHCAIIUU
U KpHU30B, KOTOpBIE MPOBOIMPOBAINCH PA3IMYHBIMUA (PAKTOPaMU M COIMPOBOXKIAIHCH
MOSIBJICHHEM B TepupepHUecKOil KpOBH CEpPIOBHIHBIX JPUTPOIUTOB. Ha MoMeHT
oOcienoBaHusl TAlMEHT OBUI TOCIMHUTAJIW3UPOBAaH B CTAllMOHAp C  TSAXKEIBIM
TeMOJIMTHYECKAM KPU30M, KOTOPBIH COMpPOBOXKIAJICS O3HOOOM, TeMOTJIOOMHYpHeH |
aptpanrueii. B nepudepudeckoii KpoBu — TshKellas HOPMOXPOMHAs pereHepaTopHasi
aHEeMUs C TTIOMKUIIOIIUTO30M, MHUIIIEHEBUITHBIMU U CEPIIOBUIHBIMU DPUTPOITUTAMHU.

Y mamueHTKu C eemeposzucomnoi gopmoi HOS (nocumenvcmeo npusnakos
cepnosuodHo-kiemoynocmu), 27 NeT, COCTOSHUE COMPOBOXKAAIOCH aHEMHUEH JIeTKOH
creienn Tspkectd (Hb 110 r/n), ¢ HeOombIIMM MHKpPOLIMTO30M, THIIOXPOMHUEH WU
YMEpPEHHBIM KOJIMYECTBOM CEPIIOBHIHBIX SPUTPOIMUTOB B Maszke NepudepruIecKoi
kpoBu. [lammenTka oOpartwiack K reMaroysiory mo moBoay aHemuu. OOBEKTHUBHO:
COCTOSTHUE yJIoBiIeTBOpHUTeNbHOe. CIM3HUCThIE W CKJIephl OOBIYHOrO mBeTa. [ledeHn u
ceJie3eHKa He MaJbITUPYFTCS.

[TanueHTsl KOHMPOALHOU epynnbl UMENN KIWHUYECKHe TPOSBICHHUS B BHIE
AHEMHUYECKOTr'0 CHHpOMa U CUICPOIICHUN Pa3HOU CTETIeH! BBIPAKEHHOCTHU: HapyIICHUE
pocTa BOJIOC, HOTTEH, CyXOCTh KOXH, aTpo(dusi COCOYKOB sI3bIKa, 3aellbl B yriax pra,
CHWXKEHHBIN ammetuT. B mnepudepudeckold KpoBHM Yy TAIMEHTOB OTMEUYaJHCh
MUKPOILIMUTApHAS TUITOXPOMHAS aHEMUSI JISTKOW CTETNeHU TsHKECTH U CHIKCHHE Kene3a
beppuTHHA CHIBOPOTKH.

Bcem mamumentam  omHOKpaTHO ObUIM  TIPOBEACHBI  CIEAYIOIIAE  BUIIBI
71a60paTOPHBIX UCCIIeIOBAHUIN!

1. T'ematonoruueckue:

- SPUTPOIUTAPHBIC MTapaMeTPhl KIMHUYECKOTO aHaIN3a KPOBH;

- pacyeTHbBIC WHJCKCHI.

2.  buoxumwnueckue:

- TIoKazaTesu oOMeHa xkene3a, C-peakTUBHBIN OeloK, O0Iui OUIUpyOuH U ero
dbpakiuu, ranToraoouH,

- aKTUBHOCTb TJTFOK030-6-hocharaeruaporenasnl (I-6-DJ1);

- UccreoBaHue PpaKinii reMorIoOHnHa.

3. MonekysspHO-TeHeTHUSCKHN aHAJIN3!

- BBISIBJICHHE MYyTalll# -TTIO0MHOBOTO I'eHa.

MarepuaioM [JIsi UCCIENOBaHMS CIy)KWJIa BeHO3Hass KpoBb. JIJis OIleHKH
APUTPOIUTAPHBIX MAapaMeTPOB, akTUBHOCTH [-6-D], anmekTpodopesa u MoIeKyIsIpHO-
TeHeTUYEeCKOro aHanm3a KpoBb cobupanu B mpobupku ¢ K3DJITA B kadectse
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aHTUKoarynsHTta. Jlns w3ydeHus TokasaTeneld oOMeHa jkele3a — B TMPOOUPKU C
aktuBatopoM cBepthiBaHus (Vacuette, GreinerBio-Onéscrtpus).

1. 'emaronoruyeckue MeTobl

Knunuueckuii ananuz xposu 6vinoxsiyu Ha aBTOMAaTHIECKOM TeMaTOJIOTHIeCKOM
aHanmzarope Sysmex XT-4000i (Sysmex,Snonus). OueHHBaIU  CleIyOIINe
noKasareNiv. KoHIeHTpanuio remorioouna (Hb, r/m), komwdectBo »putponnToB
(RBC,deZ/JI), cpemnuit 00beMm sputpouutoB (MCV, ¢ia), cpemHee comepkaHue
remoryioonHa B sputporurtax (MCH, nr), cpeaHioro KOHIIEHTpAIMIO TeMOTJIOOWHA B
spurpouutax (MCHC, r/n), mmpuHy pacnpenejeHuss SPUTPOLMTOB IO 00beMy
(RDW, %), rematokput (HCT, %),petukynouts! (Rt, %).

Huoexcol paccunThIBaIM 10 (OpMYJiaM, TIPUBEICHHBIM B TabnuIle 2.

Tabmnura 2
Hupexcsl, ucnonbzoBanHble s nuddepentnanbHoi nuarHoctuku XA u I'T1
Nunexc ®opmyna
E (Ehsani) MCV — (10xRBC)
E&F (England&Fraser) MCV — RBC — 5xHb — 3,4
G&K (Green&King) MCV'xRDW/100xHb
M (Mentzer) MCV/RBC
Si (Sirdah) MCV — RBC — 3xHb
S (Srivastava) MCH/RBC
RDWDI MCVxRDW/RBC
RBC/Hb RBC/Hb

2. bUOXMMHUYECKHE METOIbI

Ilokazatenn ob6bmena xene3a, CPb, oO0mmit OunupyObuH u ranTorjioOuH
onpenensan Ha ananuzarope Cobas 6000 (Rochelllseiiiapus). HccnemoBanu:
ceiBoporouHoe  kene3o  (CXK), cwiBopotounsni  ¢epputuna  (CD), oOuryro
KeNe30CBI3bIBaOIIy0  crocoOHocTh  chiBopoTku  (OXKCC),  pacTBOpHMBIE
tpaHcheppuHoBbie penentopsl (PTP), xoadduument nHacwhimenus TpaHcheppruHa
(Ksacrpacgeppnna)- 11ockonbky CO siBisiercs ocTpodasHbIM OelKOM, OISl MCKIIOYEHUS
BIIMSIHUSL Ha €ro KOHIIGHTPAIMIO OCTPOrO BOCTAIEHUS BCEM MallMeHTaM MPOBOJIWIIH
n3Mepenue C-peaktuBHOro Oenka (CPB). 'antorno6un, oOmmii u npsiMoit OMIupyOuH
OTIpefielisiii B KayecTBe MapKepoB remonmsa. Mcmonb3oBanu pedepeHTHble 3HaYeHUs
U3 MHCTPYKIHUH K TecT-cuctemam Roche.

Hns noareepxkaenus ['T1 mpoBomwiu uccinenoBanne (Qpakiuii reMorioOnHa C
TIOMOIIIBIO Pa3IMYHBIX BAPUAHTOB dJIeKTpodopesa.

Dnexmpogopes na azapose nposonunu B menounsix (Alkaline), kucneix (Acid)
YCIIOBHSIX U METOJIOM M303JieKTpodokycupoBanus (MD®D) (cuctema ams anextpodopesa
SAS, Helena BioscienceBenukobpuTanus). MatepraioM AJisi HCCAET0BaHUS CIIY KU
reMoJn3aT, MPUTOTOBIEHHBIM W3 LEJIbHOH KPOBH C HCIOJIB30BAaHHWEM JIHM3UPYIOIIETO
peakThBa TIPOW3BOAUTENST TecT-cucteM, coaepxamuii Tputon X-100. Dnextpodopes
IPOBOAMIIM Cpa3y IIOCie TMPUTOTOBIEHHUS TeMojHn3aTa Ha CHCTeMe 3JeKTpodopesa
SAS-1 Plusipu coGmoneHnn peKoOMeHI0BaHHBIX MTPOU3BOANTENIEM HapaMeTpoB. [ enu
OKpalMBaM Ha cucteMe oOpaboTku reneét SAS-2. UnentudurmpoBanu ¢pakiuu c
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UCIIOJIb30BaHUEM ITPOrpaMMHOTro obecnevenus «Platinum-3»apuiaraemoro k cucteme
SAS. Jlns  omeHKW  pe3yJdbTaTOB  WCIOJH30Bald  IMOPOTOBBIE  3HAYCHUS,
pexoMeHToBaHHBIe Tipou3BoauTeneM: HbA,> 3,7 %, HbF > 2 %.

Kanunnapnoiii snexmpogope3 TpoOBONWIN Ha aBTOMAaTH3WPOBAHHON cHCTEME
kamwuisipaoro  anektpodopeza MINICAP  (Sebia, ®pannus). Matepuan s
rccnenoBanus (LenbHy 0 KpoBb) xpanuiu npu 2 — 8 T ne Gonee 1 Henenu. PesynbTaTel
OIICHWBAJIM TIO TOPOTOBBIM 3HAYEHWsM, TpeljiaraeMbiM mpousBoautenem: HDA, >
3,2%, HbF > 1%.

JIis UCKITFOYEeHHSI COTYTCTBYIOIIEH (epMEHTONATHH ONPEACIISIN aKMUBHOCHIb
Gpepmenma  2niokoz0-6-pocghamoecuopocenazor  (I-6-®J) B  sputporurax (B
remouin3are). AKTUBHOCTD ['-6-D ] onpeensim MeTOIOM, OCHOBAHHOM Ha OITHYECKOM
TecTe BapOypra B peakiuu mpeBpallleHHs IMoKo30-6-pochara (I-6-d) B 6-
dodormokonar (6-PI') mox ngeiictBuem [-6-OJ]. OnTudeckyr IUIOTHOCTH
peructpupoBamn npu 37 C u gnuHe BoiHbel 340 HM Ha IOdyaBTOMATHYECKOM
anamu3atope Vitalon-400 KHP). Jlns oOueHKH pe3ylnbTaTOB  HUCIOJB30BAJH
pedepenTHbIit naTepsan 197 — 516/10™ sputporuros [By A.I'., 2013].

3. MonexyisipHO-TeHeTUYSCKU aHaIN3.

[TpoBoaunu c MCIIOJIb30BaHUEM TECT-CUCTEMBI, MTO3BOJISIOMIEH
UIeHTUGUIIUPOBATE 22 MyTaIuu -TIIOOMHOBOTO I'eHa, HanboJiee pacmpoCTpaHeHHbBIE B
Cpenmsemuomopbe (B-Globin StripAssay Kit, ViennalLabDiagnostic®\sctpus). B
OCHOBE JIGKHUT METOJ OOpaTHOW TruOpUAN3aluu MpoaykKToB Mynbturiekc-I1LP ¢
OJIMTOHYKJICOTUAHBIMU 30HIaMH1, (GUKCHPOBAHHBIMH HA CTPHITAX.

Cratuctrueckyro o0pabOTKy MOTYYSHHBIX Pe3yJbTATOB MPOBOAMIIN C ITOMOIIBIO
nporpamm Statistica for Windows, v. 6.@ ucrnosjp30BaHHEM IapaMETPUUYECKUX U
HerapaMeTpUUecKux KpuTepueB. Paznuumsi cumrtanm moctoBepHbiMu mpu P < 0,05.
JlmarHocTUYeCcKy 0 IIEHHOCTh MCCIIeyeMbIX MapKepoB ompeensiau ¢ nmomomsio ROC-
aHanusza. PaccumthiBanu otHoinenue mnpasaomnogoouit LR (LikelihoodRatio) -
MoKasaTellb, OObeAUHSIONUH WH()OPMAIIUI0O O YYBCTBUTEIBHOCTH U CHEIUPUIHOCTH,
WCITOJIB3yEeMBI JJISl OIIEHKH BEPOSITHOCTH 3a00JIeBaHUsI HA OCHOBAHUH TIOJIOKUTEIIHHOTO
[LR(+)] u orpuniaTenibaoro [LR(-)] pe3ynbTaTa TecToB.

Pe3yabTaThl neciaegoBanms

Ipumpoyumaphsie napamempsl u paciemHuslie UHOEKCbl

IIpu cpaBHenmn ocHoBHOW (N=86) u xoHTposbHOM (N=40) rpynn ObLIO
oOHapyxeHo, 4To Tipu ogHoi creneHu anemur (HD Beime 90 /) psin spuTponuTapHbIX
napametrpoB (MCV, MCH, RBC) wummen npoctoBepubie pazimwuus (p < 0,001).
AHaIMTUYECKUE XapaKTePUCTUKU JaHHBIX I[MapaMeTpOB U PaCUETHBIX WHAEKCOB IS
mudpdepennmansHoit quarnoctuku [T1 u XK/IA onenuBamu ¢ ucnons3zoBannem ROC-
aHanmu3a. PaccunThIBaM 4yBCTBUTEIBHOCTh, CHEIU(PUYHOCTD, TUIOMIAIL MOJ KPUBOM
(AUC) u mnporHocTMYecKkyr LEHHOCTh TIOKa3aTelell C pacdyeToM OTHOIICHHUS
npasaonoaobuii (LR).

3nayenne AUC (twromaaw moa KpUBO#M) y BCeX H3YYEHHBIX MapaMeTpOB
Haxonmiock B auanazoHe 0,9 — 1,04To mo3BoJseT 0XapaKkTepru30BaTh UX Ka4eCTBO JIJIsI
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muarHoctuku ['TI, kak oTnnyHoe. MakcuMa bHOe 3HAYeHHE ToKa3aTesss 0TMEeYalioch Y
naaekca Si = 0,972.

YyBcTBUTENBHOCT,  MapameTpoB  konebamack oT 80,3% mo  90,1%,
cnenuduanocts — ot 87,5% mo 97,5%. Haubomnbieli 49yBCTBUTEIBHOCTHIO JIJISI
BeisiBiernss [T1 obmamamm RBC  (90,1%), G&K (90,1%)u Si (90,1%), a
cnerupuarocTeio — M u Si (97,5%) pucynok 1).

100

8
6 ® UyBCTBHTEIBHOCTD %
4 CriemdprranocTs %
2
0
) __é':) §

(=]

(=]

[=

[=
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Pucynok 1. UyBcTBUTEIBHOCTD U CIELIM(PUIHOCTD
SPUTPOLUTAPHBIX [TAPAMETPOB U HHAECKCOB.

3navenne [LR(+)] mo3Bonmio paHXUpOBaTh HCCIEAyeMble IapaMmeTphl 10
CHOCOOHOCTH TOJIOKHUTENBHBIX PE3YJITATOB pacro3HaBaTh Hamuuue 3adoneBanus (I'T1):
Si (36,1)u M (34) kak «oTnuunsie», Eu E&F (17,3), RDWDI (11,7), S (11,2) MCV
(11,69) xak «xoporre», ocrabmuecs: napamerpsl U uHaekcsl (RBC, MCH, G&K,
RBC/Hb) —kak «ymoBiaeTBOpUTENbHBIE» (DUCYHOK 2).

LR+

3
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Pucynok 2.3nauenus [LR(+)] spuTporutapHbIX mapaMeTpoB ¥ WHACKCOB.

Benuuuna otHomrenus mnpasgonofoduss [LR(-)] mosBonmia pacmoiokuTh
UcceqyeMble  MapamMeTpbl MO0 CIIOCOOHOCTH  OTPHUIATENBHOTO  pe3yJibTaTta
npeackaspiBath oTcyTcTBHE 3a00seBanus (['T1). ITockonbky 3nauenue [LR(-)] mas Si
coctaBwio 0,1, ero crmocoGHOCTH pacro3HaBaTh OTCYTCTBHE 3a00J€BaHUS IMPHU3HAHA
«XOpOLIEN», OCTANbHBIE IPU3HAHBI <yJOBJIETBOPUTENLHLIMUY (PUCYHOK 3).
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Pucynok 3.3Hauenus [LR(-)] apurpountapHbIxX mapamMeTpoB U HHIEKCOB.

Takum 00pa3oM, MpuU CpaBHEHUH TPEX IPUTPOLMTAPHBIX MMApaMeTPOB U BOCHBMU
pacueTHBIX WHAEKCOB Haumbosiee 3PGEeKTUBHBIMU i Ilieleld ckpuHuHra Ha [TI
okazanuch uHIekckl M (Mentzer)u Si (Sirdah).

IIpoBenenne ROCananm3a gaeT BO3MOXHOCTH HE TOJNBKO  OIICHHUTH
aHaJUTHYECKUE XapaKTePUCTUKU TECTOB, HO U OMPEJIETUTh TTOPOTOBBIE 3HAUCHUS, TTPU
KOTOPBIX OHU OyJyT MaKCHUMaJIbHO 3(QQGEKTHBHBIMH B OTHOIIEHWU BBISBICHUS
natosiornri. ROCeaHann3 mO3BONMMI HaM OMNpPENeNuTh TOPOTOBBIE 3HAYCHUS IS
uHaekcoB M < 11.5u Si < 25,koTopele oTIMYaINCh OT TpPeUIOKEHHBIX aBTOpPaMH
dopmyn (<13 u <27, COOTBETCTBEHHO) M IO3BOJIHMIINA IMOBBICHTH IHATHOCTHYECKYIO
LIEHHOCTh JaHHBIX MapKepoB uist BeisiBiaeHus [Tl na 7,7% (abnuma 3)

Tadmuma 3
CpaBHeHHe YyBCTBUTEIBHOCTH U CIISHU(PUIHOCTH PaCUETHBIX WH]IEKCOB,
MOJTYYSHHBIX B X0JI¢ HACTOSIIIETO WCCIIEIOBAHMS ~ 1 e IJI0KEHHBIX aBTopaMI/I2

Wupexcol | YysctBu- | UyscrBu- | Crnenudu-| Crnenudu-| Youden | Youden
TENbHOCTH. | TENBHOCTH?| YHOCTH' | UHOCTB Indext IndexX

Mentzer 84,8% 94,6% 97,5% 80% 82,3% 74,6%
Sirdah 90,1% 94,9% 97,5% 85% 87,6% 79,9%

Ilokazamenu oomena rcenesza

JlpyruM Ba)kKHBIM ~acleKToM paboThl OKa3alach OIeHKa HeOOXOIUMOCTH
WCIIOJIb30BaHUs TIoKa3aTeseld oOMeHa jxerne3a B quarnoctuke [ T1.

CpaBHeHHe TIOKa3aTenell oOMeHa ene3a y MalueHTOB OCHOBHOW M KOHTPOJIBHOM
TPYNIT MOKa3ajio, YTO Pa3Indusl MEXIY BCEMH MapaMeTpamMd HOCWIH JOCTOBEPHBIH
xapaktep (p < 0,001) YyBCTBHUTENBHOCTh H3yYEHHBIX MapaMETPOB Kojiebalach OT
82,9% no 95,8%, cnenuduynocts — or 90% mo 97,5%. MakcumanbHOMU
qyBCTBHUTEIbHOCTBIO oOmagan mapametp OXKCC (95,8%),a cnemuduvnocteio — CD
(97,5%). ITapametper OXKCC u CP® 1o crmocoOHOCTH TOJOKUTENBHBIX pPe3yIbTaToOB
pacrio3HaBath Hajgu4aue 3aboneBanus LR(+) pacuennBanu kak «otiwunbeie» (LR(+) 36,4
u 35,8), a MO CHOCOOHOCTH OTPHUIATELHOTO pe3ysibTaTa yKa3aTh Ha OTCYTCTBHE
3aboseBanns LR(-) — kak «xopommue» (LR(-) 0,04wu 0,11) (tabauma 4). Ilpu stom
cllelyeT OTMETHTD, YTO Y HEKOTOPHIX manueHToB ¢ I T oTMeuanock CHU)KEHHE YPOBHS



15

CXK, C® u nosbsiienne OXXCC, uTo yka3plBajlo y HUX Ha HAJIM4YHME COMYTCTBYIOLIETO
nedunmTa xemesa.

Tabnauna 4
AHanuTu4eckue XxapakTepUCTUKU MoKa3zaTesneil oOMeHa xees3a
st nuddepenrmanpaon quardoctuku [T1 u KA.
Nupexcel [Tnomane | Otpe3nsie | YUysctBu- | Cerudu- OTtHolIeHUE
MOJ KpUBOMW | 3HAYEHUs | TeJbHOCTh, | YHOCTb, | MPaBAONOAOOUN
(AUC) (cutoff) % % +LR -LR
CXK 0,915 >11,8 82,9 90,0 8,29 0,19
Co 0,973 >17,0 89,5 97,5 35,8 0,11
OXCC 0,981 <73,5 95,8 97,4 36,4 0,04
PTP 0,987 <7,65 93,4 94,4 16,8 0,07
K stac rparcdeppria 0,976 >17,2 94,4 97,2 34 0,06

Takum oOpa3om, oMydeHHbIC TaHHBIC MO3BOJIMIIA YCTAHOBUTh, YTO HAUOOJBIIICH
JTMArHOCTHYECKON IeHHOCThIO s AuddepeHunansHor auarHoctuku [T1 m XKJIA
obnanaror C® u OXKCC. B To ke Bpemsl, Kak clie[lyeT U3 MOJTYyYSeHHBIX HaMU JaHHBIX,
Hammuue ['T1, a mmenno B-tanaccemuu, He uckmodaet JKJIA, mosToMy TSl BBEISIBIICHHUSI
U MOHUTOpPHWHTA OONBHBIX ¢ KIuHUYeckn MaHudectapiMu popmamu I'TI uccnemoBanme
nokaszaresnieil oOMeHa xeje3a ocTaeTcsi 00s13aTeNIbHbIM.

Ilokazamenu zemonusa. I'l1, B iepByto ouepeib TaJacCEMUN, TPUHATO OTHOCUTH
K Tpymre TeMOoJuTHYecKux aHeMuii. OmHAKO HEOOXOIWMO OTMETHTh, YTO T'eMOJIH3
pa3BHUBaeTCs y IMAlUEHTOB C TsOKeNbIMU (opmamu (OoJsblnasi, MPOMEXyTodHas). Y
MaIlMeHTOB C MAajbIMH TETEPO3UTOTHHIMU (hOpMaMU TEeMOJU3 BO3HUKAeT PEIKO U B
JTAaHHOM HCCJICJIOBAaHWH OTMeuascsl TOJIBKO y OJHOMU TMalMeHTKH. B kauecTBe MapkepoB
reMoJin3a OICHUBAIUCH OOIMH OMIMPYOWMH M ero (Qpakiuu, a TakKe TanTorJIoOWH.
Copnepxanre ranrorjobuHa Haxomwinoch B mpeaenax 0,8 = 0,1 r/m, o6iero
ounupyouna — 9,2 + 0,8ukmosns/i, npsmoro — 3,2 = 0,3vkMoIb/ 1.

Inekmpodghopes cemoznoduna.

Nzydenne BkiIana pa3nuuHbix BapuaHToB DD st ycranosienus ['T1 u ee dpopmbl
MO3BOJIMJIO Ham  ybOeautbess B ToM, 4Yto O@® B  arapo3HoMm  rere,
n3oasiekrpodokycupoBanre (MOD) u kanmwwisipHbIil snekTpodopes (KDD) odbnagaroT
JIOCTaTOYHO BHICOKUMHU AHATUTUYCCKAMH BO3MOYKHOCTSIMH B OTHOIIICHWH BBISBICHUS
OCHOBHBIX ()pakIinii reMOTI00WHA, HO KaXIblii METOI UMEET CBOU OCOOEHHOCTH.

1. Hcnonvzoeanue 3D ons noomeepoicoenus f-manaccemui.

Cpenu o06ciieToBaHHBIX HAMU TAI[UEHTOB OCHOBHOW TPYIIIBI, IO COBOKYITHOCTH
pe3ynbTaToB BceX BapuaHToB DD, y 81 3 86 denoBek Obuta ycTaHOBICHA Maiast popma
B-tamaccemum.

[Ipn P-tamaccemun U3MEHSIETCS COOTHOIICHWE HOPMAalbHBIX  (hpakiui
remorsiobuna (noseimaetcst HbA, u/vnu HbF). HbA ipu D@ B 1mien04YHbIX yCIoBHUSIX U
ND® pacrnonaraetcs psiioM ¢ JIMHUEH cTtapTa, a nmpu KO® — B BUIe OTAEIHHOTO KA.
B cBsi3u ¢ 3TUM, TpyIHOCTEl C OTpe/esieHneM TaHHOW (QpaKIuu B XOJe UCCIIeT0BaHUs
He BO3HUKJIO. yBenuuenue HDA, Ob110 0OHapy)eHO B 77 00pa3iax KpOBH MalleHTOB
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IpU NPOBEACHUM BCEX TpeX BapUAHTOB pa3/elieHUs] I'eMOINIOOMHA, YTO IO03BOJIMIIO
MOJTBEPANUTD y HUX HAM4He -TalacCeMuH.
®paxkius HOF mpu D@ Ha arapoze u MDD pacnonaraeTcsi HEMOCPEACTBEHHO B
ommsu ot HDA, B cBs3M ¢ 4YeM B XOJle WCCIEAOBAaHUS BO3HUKAIM TPYIHOCTH €€
uneHTUGUKaKu 1pu Hu3koM coxepxkanun (< 10%). [Tpu nposegernnn KO® HbF
pacnoyiaraeTcsi B BHJI€ OTHAEJIBHOTO IHUKA, MO3TOMY XOpPOIIO BBISBISETCS AaXe IMpHU
Hu3kux 3HadeHusnx (ot 0,3%) (admuna 5).
Tabmuna 5
BrisiBnenue gpakiuii remorio61Ha y nalMeHToB ¢ Manoil popmoit
B-TasacceMuu Npy NPOBEJECHUH Pa3IU4HbIX BUJIOB DD

®pakuust Hb Bcero 81 mamueHTt

«IIeI04HOoN» DO nod KOO
HbA, 1 77 77 77
HbF 1 - 5 38
Bcero/us 77/81 78/81 81/81
% BBISIBIECHUS 95,1 % 96,3 % 100 %

[Tpu DD B mwenounbix ycnousx HOF He Obl1 0OHApYKeH HU Y OJHOTO MalieHTa
¢ B-ramaccemueit, npu MDD — obHapyxeH y 5 mamnuenrtos (6,2%), npu KOO —y 38
(46,9%). Takum oOpa3oM, mpejacTaBieHHble BapuaHThl @ oOnamanu pasHOU
crocobHocThIO MO uaeHTUGhUKauu HDF, uTo criegyeT y4uThIBaTh NMpH TPAKTOBKE
pe3ynapTaToB 3JeKTpodopesa.

2. Hcnonvzosanue 9D 0ns noomeepaicoernus peokux gpopm I'T1.

B tabnure 6 mpeacTaBieHbl pe3ynbTaThl pa3/ieieHus TeMOTIOONHA Ha GPaKIud y
nanueHToB ¢ remornoounonatusmu H, C, D u B-ranaccemueit, cmemmannoii ¢ I'TI D.

Tabnuna 6
PesynbraThl paznenenus remMorinoduHa y nanueHTtoB ¢ peakumu ['TI (n=5)
Tun ['TI Tun | DO Ha arapose oo KD®
Hb
a-tagaccemus (N=1) HEH 5,6% 7% 8,5%
B-tamaccemus + HbD (n=2):
1. HbF | e obHapyxen | He ooHapyxken | 3,8%
HbD 12,9% 12% 8,8%
2. HbF | He oOHapyxeH | He oOHapyxeH | 2,4%
HbD 2,5% 2% 1,6%
I'emorno6unonatus C (n=1) | HbC 10,5% 8,5% 7,1%
I'emornoounonatust D (n=1) | HbD 12% 11,8% 10,7%

D® B arapo3HOM reje MO3BOJISICT pa3lelisiTh OCHOBHBbIE aHOMaJlIbHbIe (Dpakiyu
remornoouna (HbC, D, E, H, Owu np.), a Takke MpOU3BOAUTh X KOJIHYECTBEHHYIO
orieHky. K HemocTaTkaM JJaHHOTO MeTOJla MOYKHO OTHECTH HEOOXOJUMOCTD IMPOBEICHUS
JIByX 9TallOB MCCIEIOBaHUS ISl TUIUPOBaHMS ¢pakiuii remorioomHa. Ha mepBom
starie D@ TPOBOAAT B IIEIOYHBIX YCIOBHSAX, UYTO IO3BOJISET BBIIBUTH OCHOBHBIC
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aHoMmanbHele  (GopMbl remornoomna (S, D, C, E), Ho He mno3BoiseT HuX
muddepeHimpoBars (dneKkTpodopeTryeckas MOABMKHOCTE HDS He oTmuuaercst ot
noasmwxkHoctr HOD, moasmxkHocth HOC — ot moamxaoctrn HDA2 unu HDE). [lanee
JUIS pa3fielieHnss aHOMAJbHBIX (OPM TeMOrioOWHOB, BBISIBICHHBIX Ha MEPBOM 3Tarle,
UCTIONB3YIOT TeiH, B KOTOPBIX MPOWCXOAUT pa3fiefieHue B KUCIBIX ycloBuAx. [lytem
CpaBHeHUs Tpoduield, TOJYYCHHBIX Ha IIEJOYHOM W KHCJIOM TelisaX, Qpakiuu
reMoryiobnHoB MOXXHO Bepuduuuposats. UD® u KDOOD mno3BONSAIOT THUNIHPOBATH
OCHOBHBIEe (hOpPMBI reMorIo0rHa B OJIUH JTaIl.

Takum obpa3om, Bce 3 MeToga DD TO3BOJIWIM BBISBUTH (PpakiUy ¢ aHOMAaTbHOU
TIOJIBIYKHOCTBIO Y IAaHHOM TPYIITIBI MAIMEHTOB U yCTAHOBUTH Y HUX BapuaHT [ T1.

3. Ucnonvzosanue D ona noomeepoicoerua 111 y nayuenmos c¢ 6bonvuioil,
NPOMeNCYMOYHOU (hopmotl f-manaccemuu u cemoznobunonamueii S.

MBI cpaBHWJIM pe3ysbTaThl pa3lelieHWsl TeMOTJo0OMHAa Yy TMalUeHTOB C
yCTaHOBJIEHHBIM paHee AuarHo3om (5 mamnueHToB ¢ 6OJbIION opMoii B-TanacceMuu, 2
— ¢ IPOMEXyTO4HO#H (popmoii B-Tanaccemun u 2 —c HbS) (rabmuua 7).

TabOmnuma 7
PesynbTathl pa3neneHus reMorio0nHa y IallueHToB ¢ O0NbIION 1
IPOMEKYTOYHOU hopMoii B-tanaccemun u y narpientoB ¢ Hb S [Me, min — max]

®opma Tun O® Ha oo KDO®
reMOTJIOOMHOTIATHH Hb arapose
[TpomexxyTounas dhopma HbA, 6,5% 7,0% 6,1%
B-tamaccemuu (N = 2) 6—-7% 6,3-7,7% 5,3-6,9%
HbF He 6% 7,8%
oOHapyXeH 0-12% 51-10,4%
Bonbmas ¢popma HbF 35,3% 33,2% 29,9%
B-tamaccemuu (N = 5) 28,7 —-40,5% 27,3 —-38,0% 26,9 —-30,9%
CeprioBUTHOKIIETOUHAS HbF 19,4% 19,1% 11,9%
anemus (N = 1) HbS 78,0% 79,7% 85,1%
I'emornobunonatus S (N = 1) HbS 8,9% 9,6% 9,8%

Oka3zasnock, uyto mpu Bbicokoil koHueHTpanuun HDF (> 10%)y mnamueHTOB C
OonbiI0i (hopmoii -TaracceMuu pel3ysbTaThl pa3ielieHrus TeMOrIo0uHa TpeMs BUJaMu
DO® mnpakTUYeCKUX He OTIMYAIOTCSA. Y TMalMeHTOB C MPOMEXYyTOUHOH ¢opMoit [3-
TajlacCeMHMH, Yy KOTopbiX moBbimieHbl HDA, u HDF, Bo3Hukium TpymHOCTH C
unentudukanuer ¢pakuun HDOF npu pasnpenenwn remornoOwHa Ha arapose. B
1ie04HbIX yenaoBusx HDF He BreisiBien Hu y omHoro maruenta, npu MD® —y 1 (HbF
12%). KO® mnozBomun BeisiBUTh HDOF y 00omx mammentoB nannoit rpynmsl (5,1 u
10,4%).TTonmyueHHbIe TaHHBIE TOATBEPIKIAIOT MHEHHE O TOM, YTO METOJBI pa3ielieHus
Ha araposze xopomo BbIBISIOT (pakmuro HOF > 10%. [Ipu Gonee Hu3KOoM ee
CONlep’)KaHWM  HEOOXOAMMO  WHCIIONb30BaTh  CHUCTeMbI, oOnamaromue  Oonblieit
YyBCTBUTENBHOCTHIO, B JaHHOM ciiydae — KD O.

Takum ob6pazom, DD Ha araposze mo3Boaua nmoarBepauts [Tl y 94,2%manredToB
ocHoBHOU rpymmbl, UDD® — y 95,4%, KD® — y 100%. [loaTBepknenne nuarHosa
reMorjoOMHONAaTHH JIOJDKHO TPOBOJUTHCS C YYETOM OCOOEHHOCTEH ee BapuaHTa.
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[TpoBenenue arapo3Horo snekTpodopesa sBISeTCS AOCTATOYHBIM IJisI BEepUPUKAIUU
OonbIoil PopMBI -TajacceMuu, COMPOBOXKIAIOIICHCS CYIIIECTBEHHBIMUA N3MEHEHUSMU
B cooTHomieHWHn (pakmuit  remornob6wHa. Ilpm momo3penmm Ha  dopmy
reMOTrJIOOMHONIAaTHH CO  CTEePTHIMH  KIMHUKO-TEMATOJIOTHUYECKUMHU  MPOSIBJICHUSIMU
OT/aBaTh MPEANOYTEHHE CJeAyeT KaMWUILIPHOMY 3JeKTpodope3y, MO3BOJSIOMEMY
BEISIBIIAITH MUHUMAJIbHBIE HW3MEHEHHS B COOTHOINICHWW (Qpakiuii reMorioOnHa u
dbpakuu ¢ aHOMaTbHOU MOBUKHOCTBIO.

Axmusenocmev I-6-@/]. Onpenenenve aktuBHocTd ¢epmenta [-6-OJ B
SPUTPOLIUTAX TIPOBOAMIM TAaIieHTaM o0enx Tpynn. J{OCTOBEpHBIX pa3Iuduii 10
aktuBHOCTH [-6-®DJ] B n1ByX rpynmax He Habmonanock (P > 0,05).B ocHoBHO# rpyiiie
aKTUBHOCTH cocTaBwia 363,3 + 14,3E/1012 RBC, a B konTponbHOit — 3755 +
13,2E/1012 RBC. Hu y ogHoro mnamueHta o0eux Trpynm He ObUla BBISBICHA
HEJIO0CTAaTOYHOCTh (hepMeHTa.

MonexkynapHuo-zenemuyecKuil AHAU3.

VY manueHTOB OCHOBHOU Tpymmbl ObUTO0 BbIssBIeHO 10 BapmaHTOB MyTanuid [3-
TJI00MHOBOTO TeHa, u3 HuX 62% npuxoautcs Ha om0 aByX mytanuii (codon 8 (-AA)u
IVS 1.110 (G>A)).Octanbubie 8 myTtanuii Obii 0OHapyxkeHbl B 32% cirydaeB. Y 6%
o0cieJOBaHHBIX C HWCIIOJIb30BaHUEM JaHHOW TEeCT-CHCTeMbl MyTallud [-TIIOOMHOBOTO
reHa BBIABHTH He ynajoch (tabmuma 8). DTOT (akT He JaeT MOBoJa COMHEBAThCS B
UarfHose, a yKasblBaeT Ha HaJU4HWe Yy HUX MYTallWid, KOTOpPhIe HE BXOMAT B JUAIa30H
Hauboee pacnpocTpaHeHHBIX B Cpenn3eMHOMOpPbe U, COOTBETCTBEHHO, HE BKITFOUCHBI
B JJAHHYIO TECT-CHUCTEMY.

Ta0murma 8
MyTanuu -rimoOMHOBOTO T'eHa, BBISIBIICHHBIC Y TAIIMEHTOB OCHOBHOM TPYMIIBI
MyTauus Tun Tanaccemun YacrtoTa
codon 8 (-AA) $]0) 36%
IVS 1.110 (G>A) B+ 26%
codon 5 (-CT) $]0) 6%
IVS 2.1 (G>A) B0 5%
IVS 2.745C>0) p+ 4%
IVS 1.5 (G>C) p+ 4%
IVS 1.6 (T>C) B+ 5%
IVS 1.1 (G>A) B0 4%
codon 8\9 BO 3%
-101 (C>T) B+ 1%
MyTanus He BbIsIBJIeHA - 6%
Bcero 100%

ObocHosaHue OUacHOCMUYECK020 aneopumma

Hcnonp3oBanne naaekcoB M (Mentzer)u Si (Sirdax)no3sonnino pa3iaennTh Beex
BKJIFOYEHHBIX B UCCJIEJOBAHUE MALUEHTOB C MUKPOLUTAPHOU T'MIIOXPOMHON aHEeMUeu
(MM ¢ MUKPOLIMTO30M M THUTIOXpOMHEEW 0e3 CHIDKEHHsI reMOrJIoOWHA) Ha JBe TPYIIIIBL:
nepBasi — 49 manMeHToB ¢ HU3KOH BeposTHOCTHhIO HocuTenbcTBa [11, Bropas — 77
NalMeHTOB ¢ BbIcOKO# BeposiTHOCTEIO [ 1 (prcyHok 4).
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VYyet pesynbsratoB onpenenenHuss CO u OXKCC nozsonun y 40u3 49 nanrieHToB ¢
Hu3koi BepoaTHOCTHIO [ T1 ycranoButh Hanuuue XA, y 9 —HCKIIOUNTE 3TOT AUArHO3.
Cpenu 77 manueHTOB ¢ BBICOKOH BeposTHOCTHIO [Tl Obiio BbIsIBIEHO 4 manueHTa, y
KOTOPBIX TMOKa3zaTeln oOMeHa kele3a ObUTM CHUXKEHBI, YTO, OJHAKO, HE WCKIIOYANO y
Hux ['TI (pucynok 5).

Pesynapraret KO® mo3Bomunu moarBepauts [11 y 85 u3 86 mammentos,
nono3putensHbix Ha [Tl mo pesynpTatam mpenpiayiiero stama. Kpome toro, y 1 u3 40
naiueHToB ¢ auardo3oM JKJIA tak xe Obuta BeisiBiieHa ['T1 (B-Tamaccemus).

| 3pnrp0unrapnme [IapaMeTPEl KNIHHHYSCKOIQ aHaIHza KPOBH I

.

‘ MCV<80¢1, MCH< 27T n=126 ‘

‘—// \_\—\_\_‘
Mentzer=11.5. Sirdah=25 Mentzer=11,5, Sirdah=235
n=49 n=77
[ Huzkag sepoarHocts [T1 ] [ Bricokas BepodaTHOCTE I'TI

‘ C® |. OKCC 7 ’ C® N m], OKCC| C® N m], OKCC| C® |. OKCC 1 ’

n=40 n=9 n=73 n=4

\ [ | [

‘ Srextpodopes ‘ ‘ 3nextpodopes ’

reMora100HHa reMorI00HHa

Beero
TTI n=85 (u3 §86)
KA n=39 (uz2 40)

Pucynox 4. Drtamnbl MOCTaHOBKM JMAarHo3a TNalUeHTaM C MUKPOIUTapHOM
TUTIOXPOMHOMN aHEeMUEeH ¢ UCTIOJIb30BaHUEM TTPENIOKEHHBIX JIA00PATOPHBIX MapKEPOB.

Takum 00pa3oM, HCIIONB30BaHHE SPUTPOLUTAPHBIX HHIEKCOB B COYETAHUHU C
MoKa3aTeliiMi 0OMeHa JKelle3a U pe3yJIbTaTOB AIEKTPoope3a reMorioonHa MO3BOJHIH
B HallleM HCCIeOBaHWU ycTaHOBUTH BapuaHT [T y 85 mu3 86 maiueHTOB OCHOBHOM
TPYIIIIBL.

[Tony4eHHble TaHHBIE JIETJM B OCHOBY QllOPUTMa JIUATHOCTHKH Pa3IUYHBIX

dopm I'TI. OH cocTOUT U3 Tpex 3TanoB (PUCYHOK S):
1. IMepBsiii 3tan — ckpunuHr Ha ['T1. OH 3akimoyaTcs B BblIeeHUE TPYIIIbI MAlUEHTOB,
B TOM YHCJI€ ¢ MUHUMAJIbHON KIIMHMYECKOH CHMITTOMATHKOMN 3a00JeBaHuUs, U3 TPYIIIIbI
MHUKPOIUTAPHBIX THIIOXPOMHBIX aHEMHUM C HCITOJb30BAaHHE YETHIPEX MAapKEPOB. IBYX
uHaekcoB (M u Si) n aAByx nokasateneid ooMeHa xene3a (CO u OXKCC).
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2. Bropoil sram — mpoBeneHHE KaNWUIIPHOTO 3JeKTpodope3a IeMOoriodonHa [is
noaTeepxkaeHus auarnosa 11
3. Tperuit stam — ycTaHOBIeHHe Xapaktepa HocuTenbcTBa [Tl ¢ moOMoOIIBIO
MOJIEKYJIIPHO-TEHETHYECKOTO aHAITN3a.

YyBCTBUTENBHOCTh U CIIEUU(DPUIHOCTD JaHHOTO anroputMma coctaBuin 98%, urto
JUTSL Teielt CKpUHUHTA, 110 HallleMy MHEHHUIO, SIBJISIETCS IOCTATOYHBIM.

DPHUTIPOLHTAPHEIE MapaMeTPE
KIMHHYECKOIO aHATH3A KPOBH

i

| MCV=80d1, MCH= 27nr

i

‘ Mentzer<11.5 ‘

Sirdah=235

/ A\ i

Husraz sepoarrocTts 1] } [ Bricorasz sepoaTrOCcT 11 J

Co | C® N nnl Co | CD Nt
OXCC 1 OXCC N um 1 OKCC 7 OXCC N mn |

i \//~_

3TChIpOCl)Op€.- remoraoonHa (K3D) ]

-~ ,. AN

Hb A:>3,5% Hb A1<3,5% ’ {Amummu ‘
o]

Hnere |

Hb F =1% Hb F <1% dparuna Hb

I !

KauectBenHaa

ITI

Here 7

[-tamaccemua

~. v

| MoaeryvIapHO-TeHETHYECKHE aHaATHS ]

Brraeaenne ayTaunu
[-rmodrHOBOIO reHa
(moITBEpHICHHE
HOCHTEIBCTEA)

h 4

T
Here ¢

MyTannn
[f-rroduHoEOTO TeHa
He 00HAPYHEHEI

o-TATacceMHa?

PucyHok 5. ANIropuT™ JUarHOCTUKH pa3IMYHBIX (HOPM IreMOrIoOMHOMATHA.

Ilo HalieMy MHCHHUIO, Hp@I[JIO)KGHHBIfI aAJIrOPpUTM MOKET HCIIOJBb30BATHCA IJIsA
MNPOBCACHUS HAIIPAaBJICHHOTO IMOMCKA HOCHUTEJIEH TJIOOMHOBBIX aHOMAJIHAH C Y4€TOM HX
KIIMHHUKO-T€MAaTOJIOTHUYEeCKUX ocobeHHocTel. C Touku 3pC€HHUA OIITUMHU3AllMU 3aTpaT Ha
Ha60paTOpHBIfI 9Tall CKpHHHHIQA, HCIIOJIB30BAHHUEC KOMIIJICKCA JSPUTPOIUTAPHBIX
HHACKCOB H Tokaszareneli oOMeHa JKeje3a II03BOJUT B 6yz[ymeM n30exaTh
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M30BITOYHOTO HccleoBaHus (ppakiuii reMorio0uHa U, TeM CaMbiM, CHU3UTH 3aTPaThl
Ha ckpuHUHT [TI. C KIMHMYECKOW TOYKM 3pEHUs 3TUX [AaHHBIX JIOCTATOYHO JJisi
MOATBEPKACHUS AUArHO3a, ONITUMHU3ALNY JICYEHNs U OLIEHKH IporHo3a. IIpu atoMm, mis
BBIsIBIICHUsI [3-TajacceMuy M KadecTBeHHBIX [T] B OONBIIMHCTBE CiIydaeB JOCTATOUYHO
NpOBEIeHMs] TMepBbIX JBYX dTanoB. HeoOXoaMMOCTh MpOBeAEeHMs] TPEThEero 3Tamna
JOJDKHBI BMECTE pelaTh I'eéMaToJIor W CHEeHHAINCT-TEHETHK. BBIABICHUS MyTaluu
r7TOOMHOBBIX TEHOB 11eJ1ec000pa3HO BO3IOKUTH Ha CHEMATN3UPOBaHHbIE JIaA0OpaTOPHH,
OCHAILIEHHbIE COOTBETCTBYIOIIMM OOOpPYJOBaHWEM M TMEPCOHAIOM JJisi MPOBEACHUS
MOJIEKYJIIPHO-OMOIOTMYECKOT0 UCCeOBaHUs. DTOT dTall SBISIETCS IPEAMETOM HaIINX
JaJbHEUIINX HayYHbIX NUHTEPECOB.

Pemenne npobnempl ckpuHuHTa Ha ['T] MOXeT ObITh BCTPOSHO B CIIOKHUBIIYIOCS B
Cankr-lleTepOypre cuctemy oka3aHUs JIaOOPATOPHBIX YCIYr B KPYMHBIX KIMHUKO-
JMarHOCTUYECKUX nabopaTopusix (KD, OCHAIIEHHBIX COBpPEMEHHBIM
BBICOKOTIPOU3BOIUTEIILHEIM  00OpyaoBaHMeM. Ha HHMX MoxeT ObITh BO3JI0KEHO
IIPOBEJICHAE II€pOBOrO  3Tamna. BbISABIEHWE TIPYNNbl IMAIMEHTOB C  BBICOKOM
BEpOATHOCTHIO HOcuTenbeTBa [T1. DT0 He moTpedyeT AOMOTHUTENbHBIX (DUHAHCOBBIX
3aTpaT, IOCKOJBKY pacyeT JSPHUTPONHTApHBIX HHIAekcoB (M u Si) ocHOBaH Ha
pe3yapTatax pyTMHHOIO KIMHMYECKOTO  aHalu3a KpOBH, IPOBOAMMOIO  Ha
reMarosornyeckux a"anusaropax. Taxxe B pspe KIJI nmpm Hamuymm cuctreMsl s
KO® B03MOXHO MpoBeneHUs OLEHKHA (Ppakiuii TeMOrIoOWHa ISl TOJATBEPKISHUS
HocurenbcTBa [ T1.

Buenpenue nanHoro airoputMa B MPAKTUKY Je4eOHBIX YUPEKISHUN CcO37acT
yclioBUsl JiJIsl HampaBieHHoro noucka Hocutenedd [Tl u obGecrieunt coznanue peectpa
Takux narueHToB. CBoeBpeMeHHOe ycTaHoBieHHe auarHosza [Tl momoxer n3bexarb
JTUArHOCTUYECKUX OIMMOOK W W30aBUT OT Ha3HAYeHUs HEHYKHBIX JieueOHBIX
MpenapaToB U Pa3BUTHUS OCI0KHEHUH.

BbBIBO/1bI

1.  Pacuernsie sputponmrapusie unaekcet M (Mentzer) u Si (Sirdah),mpu
MOpOroBhIX 3HaueHWsX Huxke 11,5 m 25, cooTBeTCTBEeHHO, 00amatOT HaUOOJbIIEH
JTUArHOCTHYECKONH  IIEHHOCTBIO B OTHOIIEHWW  BBISBICHUS  IAIMEHTOB  C
reMOTJIOOMHOTIATHSIMH, COITPOBOKTAFOIIUMUCS MUHUMaJIbHBIMU KJITHHHUKO-
reMaToJIOTMYECKUMHU TTPOSBIICHUSIMU 3200 IeBaHUS.

2. Kowmmiekc MapkepoB, BKIIOYAIOIIMIA JBa pacyeTHbIX HHIeKca — M
(Mentzer) u Si (Sirdah) u nBa mapameTrpa oOmeHa xene3a (heppuTuH H OOIIas
)KENIe30CBsI3bIBAONIAs  CIMOCOOHOCTh  CBHIBOPOTKH),  OOJlafaeT  JOCTATOYHOM
YyBCTBUTEJIBHOCTBIO U CIEIHU(PUYHOCTBIO JUIS BBISBICHHUS TPYIIbl MAIMEHTOB C
BBICOKOM BEPOSTHOCTHIO HOCUTEILCTBA FeMOTTIOOMHOIATHH U TIPOBEICHUSI CKPUHUHTA.,

3. B pamkax CKpWUHHMHIa JJis MOATBEP)KICHHS BapHaHTa reMOTJIOOWHONATHH
HaunboJiee 1eJecoo0pa3Ho HCIOb30BaHUe KalWJUISIPHOTO 3JeKTpodope3a B CBSI3U C
BO3MOXXHOCTBIO ~ TIOJTHOM  aBTOMATH3allMM  TIpollecca,  BBICOKOW  CTENeHBIO
CTaHJApPTH3aI[Md METOoJa M CIIOCOOHOCTHIO BBISBIATh MUHUMAJIbHBIE H3MEHEHHUS B
COOTHOIIICHUH (PPaKIIHii FeMOTJIOOHHA.
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4. Jlns  AWarHOCTMKM  TOMO3WTOTHBIX  (OpM  TeMOTrIOOMHOMATHH,
COIIPOBOXKIAMOIINXCST  CYIIECTBEHHBIMA ~ W3MEHEHHSMU  COOTHOIICHHS  (DpaKiuii
reMoryio0MHa, T0CTaTOYHBIM SIBISIETCS IPOBEICHUE arapo3HOTro AeKTpodopesa.

5.  Brisneno 10 BapuantoB myTanuii -r100MHOBOTO TeHa y MAIMEHTOB C [3-
TaJlacceMueld, cpeu KOTopbix 62% mpuxoaurtes Ha noiro nByx MyTtanui (codon 8 (-
AA) u IVS 1.110 (G>A).

6. PazpaGoran anroputM paHHeHd OUATHOCTHUKM  Pa3jIUYHBIX  (QopM
reMOTJIO0MHONAaTHH, B TOM YHUCIIe ¢ MUHUMAIbHBIMU KIMHHKO-TEMATOJIOTHYSCKUMHU
NPOSIBIICHUSIMU  3a00JIeBaHMs, KOTOPBIA BKJIIOYAeT TPU OdTana. CKPUHUHT Ha
HOCHUTENIbCTBO T'eMOTJIOOMHONATHA Ha OCHOBAaHUHM SPUTPOLUTAPHBIX WHAEKCOB |
nokaszareneii oOMeHa KeJes3a; HccienoBaHMe —(pakiuii remoryiioOuHa IS
MOJTBEPXKICHUSI TMArHO3a; MOJICKYJISIPHO-TEeHEeTHUECKUN aHaIu3 Uil WACHTU(UKALIUH
MYyTAaIMi rII0OMHOBOTO TeHa M yCTaHOBIIEHHSI XapaKTepa HOCUTENILCTRA.

IHNPAKTUYECKHUE PEKOMEHJALIUU

Pe3ynapTaTel MpOBENEHHOTO  MCCIEOBAHMS — TO3BOJSIOT  CHOPMYIHPOBATH
MpaKTUYECKUe PEKOMEHIAIUK JIJIsi Bpadell KIMHUYECKOH JabopaTOpHON AMArHOCTUKH,
remMaToJIOr0B, NeANaTPOB, TEPANEBTOB.

1. Ilpu obcnenoBaHruy MaLMEHTOB C MUKPOLIMTAPHON TMIOXPOMHOW aHEMHUeEid,
MOMUMO OLIEHKM OJPUTPOLMUTAPHBIX MapaMeTpPOB TI'eMaTOJIOMMYEeCKOro aHalu3aTopa,
ClieZlyeT JOTMOJHUTEIBHO PACCYMTHIBATH dpUTpoLUTapHble uHAekehl M (Mentzer)u Si
(Sirdah)o popmyinam M = MCV/RBC; Si = MCV — RBC — 3 x Hbkbuuentpanus
remMoryioonHa B /).

2.  TlanueHTaM ¢ MUKPOLIMTAPHOM TMIIOXPOMHON aHEeMHUeH clielyeT OlLleHUBaTh
nokazatenu ooMeHa xeneza (CP u OXKCC). Mx cHmwKeHHe CBUAETENbCTBYET O HATHMUHUE
nedunnTa xenesa, HO He UCKIIIoYaeT HaJu4Kre reMorI00MHOIIaTHH.

3. Ecuu y namueHTa ¢ MUKpPOIIMTApPHON TMIOXPOMHON aHeMuen nHjaekc M <
11,5u Si < 25,710 BHe 3aBucuMoctu oT pe3ynbratoB CO u OXCC ux cremyer
HAIPaBUTh Ha UCClieZloOBaHNEe (HpaKuii TeMOTI00MHA.

4.  Ilpu mogo3peHUM Ha BapUaHT T'eMOIVIOOMHOMATHH, COMPOBOXKAAFOLIUICS
HOpPMAaJIbHBIM ~ COOTHOIEHWeM (¢paknuii TreMoriobomHa (o-TajacceMus)) WM Ha
HocutenbecTBO [Tl (6e3 remaronornyeckux W JIAOOPATOPHBIX  IPOSIBIICHHUIA),
HEOOXO0MMO MPOBEJIEHUE MOJIEKYIIPHO-TeHETUYECKOTO HCCIe0BaHNS.

5. PacueTHple = SpuUTpoOLMTapHble  HWHIEKCHl  CIeAyeT  BHEApPUTH B
CYILIECTBYIOIIINE nabopaTopHble MH(POPMaLMOHHbIE CUCTEMBbI (JINC)
LEHTPAIU30BAaHHBIX JAOOpATOPUi, YTO MO3BOJIUT MPOBOJAUTH aBTOMATHUYECKUN TMOMCK
MalMEeHTOB C BHICOKOM BEPOSTHOCTHIO HOCUTENHCTBA T€MOTIIOOMHOMATHHA.

IlepcnekTuBBI JajibHelIeH pa3padoTKH TeMbl Hcc/IeJ0BAHUS
B kauecTBe mepcrekTUB pa3pabOTKU TEMbl MOXKHO paccMaTpUBaTh AaIbHEHUIIYIO
ampoOaIuio TPeJIOKEHHOTO alropuTMa B paMKax cKpuHuHra Ha 06aze MIIKJIJI,
u3yueHne OocOoOeHHOCTeH BbIsABIeHUs Apyrux BapuaHToB [TI, a Takxke pazpaboTky
71a60paTOPHBIX MOJXOJIOB ISl MOJITBEPK/ICHHS TUarHo3a o-TajlaCCeMUU U JalibHeillee
W3y4YeHUe CIIeKTpa MyTalllii He TOJIBKO [3-, HO U 0-TIOOMHOBOTO T'eHa.
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Cnucok cokpameHuii

B3XX — Bbicoko3dekTrBHAS KUAKOCTHASI XpoMaTorpadust

I'-6-®]1 — rmoko30-6-hocdarnerunporeHasa

I'TI — remornobuHONaTHS

KA —xenezoneduiiuTHas aHEMUS

MDD — n30351eKTpodhOKyCHpPOBAHHE

KD® — kanuisipHbIii 31eKkTpodopes

OXCC — o6m1as xene30cBsa3blBatollas ClIOCOOHOCTh CHIBOPOTKHU

PTP — pacTBOpUMEBIE perienTopsl TpaHchepprHa

CKA — cepnioBUIHOKJIETOYHASI aHEMUS

CX — chIBOpOTOYHOE KeJe30

CPb — C-peaxTuBHbIi1 Oenok

C® — cpIBOPOTOUHBIN (heppUTHH

DO —snektpodope3

RBC —konudecTBO 3pUTPOIIUTOB

HCT - rematokput

MCV - cpennuii 00beM SPUTPOITUTOB

MCH — cpennee coneprkaHne reMOrIOOMHA B 3PUTPOIIATAX

MCHC - cpenHss KOHIIEHTpaIKs TeMOTJIOOMHA B SPUTPOIIUTAX

RDW - mupuHa pacrnpeenaeHus SpuTPOLUTOB IO 00beMy

Rt —peTukynouutsl



